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METOJ CbOPKHA KOHTUI'OB TEHOMHBIX
NOCJENOBATE/JIBHOCTEH HA OCHOBE COBMECTHOT'O
NPUMEHEHMUS TPA®OB JIE BPIOMHA U I'PA®OB ITIEPEKPBITUUA

BBenenue

Mmnorue COBPEMCHHBIC 3alavyun 6I/IOJ'IOI‘I/II/I U MCIOUIUHBI Tpe6y}0T 3HaHUA
TEHOMOB JKHBBIX OPTaHU3MOB, KOTOPBIE COCTOSIT M3 HECKOJBKHUX HYKJICOTHIHBIX
MIOCJIEI0OBATEILHOCTEH MOJIEKYN JIe30KCUpHOOHYyKIenHoBoH kuciotsl (HK).
ITosTOMy BO3HHMKaeT HEOOXOANMOCTD B JICIIEBOM U OBICTPOM METOJC CEKBEHH-
POBaHHMs — ONpeJIeNICHHsI TIOCIIEI0BATEIbHOCTH HYKJICOTH 0B B 00pasue JJHK.

CymiecTByromue cekBeHaTopbl — ycTporcTsa ais ureHus JJHK — ve mos-
BOJISIFOT CUMTATh 3a OAMH pa3 Bcio mosekyny JJHK. Bmecto aToro onu mosso-
JSIFOT YUTATh ()parMEeHTHl TeHOMA HeOONbIION [UIMHBL. B HacTosmee Bpems mo-
JYyYUS PacIpOCTPaHEHUE CIEAYIONN AemeBslil U 3(p(PEeKTUBHBIN TOIXOA: CHA-
Yajga BBIWICHSACTCS CIy4ailHO PACHOJIOKCHHBIH B T€HOME ()parMeHT JUIMHOMN
okosio 500 HyKJICOTHIIOB, @ 3aT€M CUUTHIBAIOTCA ero npedukc u cypduxc (aau-
Hoii mopsinka 80—120 HYKICOTHIOB KaXKIbIH). ITH npedukc U cypPUKC Ha3HI-
BaloTCsl naprvimu umenuamu. OINUCAHHBIN MPOIECC MOBTOPSETCS TAKOE YHCIIO
pa3, 4ToObl 00eCHeYnTh JAOCTATOYHO OOJNBIIOE MOKPBITHE T€HOMa YTECHHSMH.
VKazaHHBIM 00pa3oM paboTaroT, HampuMep, ceKkBeHaTopsl Kommanuu lllumina
[IHlumina, 2012].
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OTMeTHM, YTO ONHMCaHHBIE BhIIE Npedukc U cydukc ynTaroTcs ¢ pas-
ubix Huted JJHK: oguH — ¢ npsiMoi, npyroi — ¢ oOpaTHO-KOMIUIEMEHTapHOM,
MIPUYEM HEU3BECTHO, KOTOPBIH oTKyna. [loaToMy ynoOHO paccMarpuBaTh TeHOM
W YTEHWUSsL, IOTIOJTHEHHbIE CBOUMH 00PaTHO-KOMIUIEMEHTAPHBIMU KOIHSAMHU.

3agadeil cOOPKH TeHOMa SIBIISETCA BOCCTAHOBJICHHE ITOCIIEI0BATEIBHOCTH
JHK (ee mmmHa cocTaBiseT OT MIUUIMOHOB 0 MIIIHAPIOB HYKJICOTHIIOB Y
Pa3HBIX JKUBBIX CYIIECTB) HA OCHOBAaHMU MH(OPMAINH, MTOTYICHHOH B PE3YiTb-
TaTe CEKBEHUPOBAHM.

1. Ilpenyiaraemblii MeTOq

IIpouecc cOopku nenuTCs, Kak IPaBHUiIo, Ha CIEAYIONIIE 3TAIIbL:

1. Hcnpasnenne ommOOK B JaHHBIX CEKBEHHUPOBAHMS.

2. Cbopka xkommueoé — MaKCHMAalbHBIX HEMPEPHIBHBIX IOCIEIOBATEIb-
HOCTEH HyKJICOTHOB, KOTOPBIE YAAIOCh BOCCTAHOBUTb.

3. Hocrtpoenne ckagpgondos — mocnenoBaTeTbHOCTEH KOHTUTOB, pa3ie-
JICHHBIX TPOMEXYTKaMH, AJISl AJIMHBI KOTOPHIX HAaWICHBI BEpXHHE H
HIDKHHE OLICHKH.

OpnHOM 13 HauboJIee YacTo MCIOJIb3YEMbIX IPH COOPKE TeHOMa MaTeMaTH-
YeCKUX MOJIENEel SIBIIETCS, TaK Ha3bIBaeMblIit, rpad ae bprouna [Pevzner, 1989].
Ha ero ucnonp30BaHNH OCHOBAHBI CIIEAYIOIINE IpOrpaMMHbIe cpezcTea: Velvet
[Zerbino, 2008], Allpaths [Butler, 2008], AbySS [Simpson, 2009], SOAPdenovo
[Li, 2010], EULER [Pevzner, 2001].

OnHUM M3 HEJOCTATKOB, KOTOPHIM 00JIaal0T NMepeyrCIeHHbIE IPOrpaMM-
HBIE CPEJICTBA, SABJIAETCS OOJIBIION 00BEM ONEPaTUBHON MaMsATH, HEOOXOAUMBIIH
UM 11 cOOpPKM T'€HOMA, CXOJHOTO IO pa3MepaM C TeHOMOM denoBeka (2—3
Muiumapaa Hykieorunos). Tak, Hanpumep, SOAPdenovo neo6xoiumo mopsiika
140 I'b omeparuBHO mamsth, a ABYSS — 21 xommeioTep ¢ 16 I'b xaxaprii (Bce-
ro — 336 I'b). Takue 3aTpaTsl MaMsATH 00yCIOBICHBI HAIMYHEM OIIHOOK CEKBe-
HUPOBAHMS B UCXOJIHBIX JIAaHHBIX (TaKHe OLIMOKH BEAYT K YBEIIMUSHHIO pa3Mepa
rpada ne bpronna), a Takke HEOKOHOMHBIM METOJOM XpaHEHUs 3TOTO Tpada.

B HacTosmel pabote mpeaaraeTcsi METo/, JHIIEHHBIN YKa3aHHOTO HEJ0-
crarka. [Toctpoenue ckaddonnoB B HacTosmIel paboTe HE pacCMaTPUBACTCS.

COopka KOHTHIOB B ITPEJIaraéMOM METO/Ie BBIMIOJIHAETCS B [1BA ATAIA:

1. COopka KBa3MKOHTHIOB W3 YTEHUH T'€HOMHOM MOCIIEI0BATEILHOCTH.
KBa3nkoHTHraMy Ha3bIBAaIOTCS MOCIIE0BATEIbHOCTH, KOTOPBIE, C O-
HOHM CTOPOHBI, JJIMHHEE YTEHHWH, HO, C APYTOM CTOPOHBI, HE SIBJISIOTCS
KOHTHTaM{ B CMbICJIE HEBO3MOXKHOCTH HApalllMBaHUS BIIPABO M BIIEBO.
DTOT 3Tl BBIIOJIHAETCS ¢ HCIOIb30BaHneM rpada ie bprounna.

2. COopka KOHTHUTOB M3 KBa3HKOHTHIOB. BEINONSHSIETCS C MCHONB30-
BaHueM rpada mepekpriTuii U Mmetoga Overlap-Layout-Consensus.
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2. COopka KBa3UKOHTHUIOB U3 YTEHHIl FTeHOMHOI M0CJ1e10BATEIbHOCTH

B mpemmaraemom Metone ucmonblyeTcs rpad ne BprowHa, B KOTOpOM
MHOECTBO pebep COCTOWT TOJNBKO M3 «HaneXHBIX» (k+1)-MepoB — Tex, KOTO-
pBIE BCTPEYAIOTCA B YTEHHAX JOCTATOYHO OOJBIIOE YHCIO pa3, HE MEHbIICE
HEKOTOPOTO ITOPOTOBOTO 3HAYEHUS, AL TOTO YTOOBI MX MOXKHO OBUIO C OYECHB
0O0JIBILION BEPOSTHOCTHIO CUUTATh BXOASLIMMHU B T€HOM. MHOXECTBO BEPILUH
COCTOMT M3 TeX BeplinH rpada e bpronHa, KOTOPBIM WHIUAEHTHO XOTS OBl 01-
HO M3 BBIOpaHHBIX pebep. Ecnm yyacTOK HYKJIEOTHIHON HOCIIENOBATEIFHOCTH
MIOKPBUICS IOCTATOYHO XOPOILO, TO Bce BXo e B Hero (k+1)-Mepbl 1o MHOTO
pa3 BXOJAT B HCXO/IHBIC JIaHHbIE, a TOTAA B 3TOM Ipade CylmecTByeT myTh Mexk-
Jly TIEPBBIM H MIOCIEAHNUM K-MepaMH y4acTKa.

[Ipennaraemslii METOZ OCHOBAH Ha MOMCKE TaKOTO ITyTH A (hparMeHTa,
COOTBETCTBYIOIIETO MapHBIM YTEHUSM. 3 Bcex IyTei Hac MHTEPECYIOT TONBKO
Te, KOTOPBIC YKJIAIBIBAIOTCSA B aPHOPHBIC TPAHMIIB! JUIMH ()ParMEHTOB, ITO3TO-
MY CIHIIKOM KOPOTKHE W CIIMIIKOM JUIMHHBIC IYTH MOXXHO oTOpocnTh. Ecimu
HaIeJCsT eIUHCTBEHHBIN IyTh, TO MOXXHO C OYEHb OOJBIIONW YBEPEHHOCTHIO
CKa3aTb, YTO OH COOTBETCTBYET pEasbHOH IOJICTPOKE T'€HOMHOHM MOCIeI0Ba-
TEJILHOCTH, TO3TOMY 3TOT (pparMeHT CUMTAETCs] BOCCTAHOBIICHHBIM, a HaiilleH-
HBII MTyTh BHIBOAMUTCSL.

st Toro 4ToObI MOTpedIeHNe MaMATH [IPU NMPUMEHEHUH NpeaIaraeMoro
MeTo/la OBLIIO HE OYCHb OOJIBIINM, HEOOXOIMMO MMETh KOMITAKTHOE MPEICTaB-
JieHne ucnosnb3yemoro noarpada rpada ae bprowna. ns 3TOro J0CTaTO4HO
XPaHUTh TOJBKO MHOXECTBO €ro pedep, YTo MOXXHO 3(PEKTHBHO JeaTh, HC-
TI0JIB3YSl, HAalPHMeEP, XeII-Ta0JUILy C OTKPBITOH anpecanuneif. [IpenmymecTBamMn
TaKOTO IMOJX0Ja XPAaHEHHUS Iepe NPYTHUMHU SBISIOTCS €ro MPOCTOTa, OBICTPO-
JCUCTBHE W BO3MOXKHOCTH OQIaHCHPOBKH MEXIy HCIOJIb3YEeMOW MaMsThIO U
ckopocTblo. bonee 3pdeKkTUBHBIMU, ¢ TOYKH 3pEHMsI MOTPEOIIEMON IaMSTH,
seistirorest rank/select cnosapu [Okanohara, 2006], koTtopbie MO3BONSIOT Clie-
JIaTh €€ WCII0JIb30BaHUE OJIM3KUM K SHTPOIHH, HO M3-3a 3TOTO YBEJIHYHBACTCS
BpeMs JIOCTyIa.

BaxknbIM siBisieTcst u To, uto Kaxaeiid (k+1)-mep Bxoaur B rpad BmecTe C
obOpaTHo-KoMIieMeHTapHbIM. Torma Bmecto naphl (k+1)-Mepos s u s MOXkHO
XPaHUTh TOJBKO OJIUH, ONPEICsIeMbIi 10 HEKOTOPOMY HpaBHIYy — Hampumep,
TaKUM IPaBUJIOM MOXET OBITh BBIOOp JIEKCHKOTpa(uuyeckd MHHHMAaJIbHOTO
(k+1)-mepa. B aToMm ciiydae HE0OXOAMMBIH 00bEM MaMATH yMEHBIIACTCS MPU-
MEpHO B JIBa pa3a Ul YETHBIX K M POBHO B J(Ba pa3a — ISl HEYETHBIX (TOJIBKO
JUIsl 4eTHBIX k ObIBatoT 0OpaTHO KoMIuieMeHTapHbIe cede (k+1)-Mepsr).

3. COopka KOHTMIOB M3 KBa3UKOHTHUIOB

COopka KOHTHTOB W3 KBa3WKOHTHUTOB OCHOBaHa Ha monxone Overlap-
Layout-Consensus [Bockenhauer, 2007] 1 cocTOUT U3 HECKOIBKHX 3TAIOB:
1. ToctpoeHnue rpada nepeKpuITHI MEXKTy KBA3HKOHTHIAMH.
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2. YrtouneHue rpada nepekpbITHH.

3. Tlouck KOHTHrOB B rpade NepeKphITHH.

st oucka mepekpbituii moctpoum crpoky Buaa C1$C2$C38...Cn$, rae
Ci — i-bIif KBa3MKOHTHI, a N — YUCIIO KBA3UKOHTUIOB. Ilocie 5Toro Heo6XoaumMo
mOCTpouTh cyhukcHblii Maccus [[achumm, 2003] 11t 3TOM CTPOKH — OTCOPTH-
poBaHHBII MaccuB BeeX cyhdukcoB cTpokn. C ero MoMOIIbI0 MOKHO HAWTH BCE
KBa3HKOHTHIH, B KOTOPBIX BCTpeYaeTcs 3aaHHasl IOACTPOKa. DTO MOXKHO Cle-
JIaTh, HAIPUMeEpP, C MOMOIIBI0 OWHAPHOTO TMOHCKa cypPuKcoB B cypPuKcHOM
MaccuBe, KOTOpble HAYMHAIOTCA C 3aJaHHOW moxactpoku. OHM OymyT pacrmoia-
raThCs PAJOM 33 CUET COPTUPOBKH.

3aduKkcupyeM KBa3sHMKOHTHI, BCE IEPEKPHITUS C KOTOPBIM Tpedyercs
HaiiTi. Byzem paccmartpuBarh ero npeguKchl B MOPSIKE yBEIMYEHUs JJIMHBI,
HauMHasi ¢ MUHUMaJIbHOTO nopora. [{jis kakaoro npedukca OyaeM npoBepsTh —
BXOJIUT JIM Takast MOJACTPOKa ¢ J00aBICHHBIM B KOHIIE $ B Cy(hPHUKCHBIN MacCHB.
Z[J'IH TOTO YTOOBI Y4€CTh €1I€ U HETOYHBIC MEPCKPLITUSA, TPOBEPAKOTCA HE TOJIBKO
caM¥ pe(UKCHI, HO U NPEPUKCHI, B KOTOPbIC BHECEHBI HEOOIBIINE H3MEHEHHS.

Ha crnenmyromem 3Tane NpOMCXONAT aHANIW3 HaHICHHBIX HEPEKPHITHH, a
TaKke UX HoOaBieHHe M ypaneHue. JloOaBjeHHE MPOUCXOAUT B ciydae, eciu
KBa3HKOHTHI A TMepeKpbIBaeTcs ¢ KBasukoHTUramMu B u C, mpudeMm, KBa3UKOH-
turu B v C JOJDKHBI IepeKphIBAaThCS, HO TAKOE MEPEKPBITHE HAWICHO HE OBLIO.
Y naneHue NporCXOINUT, €CIIM KBa3UKOHTUT A MEPEeKPhIBASTCS ¢ KBA3UKOHTHIOM
B, HO B He moxoxx Ha OONBIIMHCTBO KBa3UKOHTUTOB, C KOTOPBIMH MEPEKPHIBA-
eTcq A.

Jl1g moncka KOHTUTOB BBITIONHsIETCS Mouck B mupuHy [Kopmen, 2011] B
rpade mepexpsiTuii. OH IpepHIBACTCS, €CIU MOCTE TEKYIIEr0 KBA3UKOHTUTA HET
KOHCEHCYCa, YTO 03HAYaeT, YTO KBa3MKOHTHUTH, IEPEKPHIBAIOLINECS C HUM, pa3-
JIMYAIOTCS B OOJIBIIOM YHCIIE TTO3UIHH.

4. JxkcnepuMeHTAIbHbIE HCCIET0BAHNUSA

OKCIepUMEHTaIbHbIE UCCIEJOBAaHUS Pa3pabOTaHHOTO METOJa MPOBOIH-
nuch B pamkax mpoekra Assemblathon 2 [Assemblathon, 2012], opranusosas-
Horo Kamudopuuiickum yuusepcurerom B Jasuce (University of California,
Davis), Ha omHOM W3 HAOOPOB TaHHBIX, KOTOPHI OBLT MOATOTOBIECH OpraHHU3a-
Topamu, — Habope uteHuid peiObl Maylandia zebra. Pasmep reHoma 3Toii peIObI
OILIGHUBAETCSA NPUMEPHO B OJUH MUJLTUAP] HYKJICOTUIOB.

st cOOpKM KOHTUTOB HCIIOJIB30BAJICS HAOOp YTEHHH CO CPEHUM pa3Me-
pom ¢parmenta 180 m 60-kpaTtHbIM HOKpbITHEM. OOIIMA 00BEM HCXOTHBIX
naHHbIX coctaBisil 140 I'b (B cxarom BuJE), U3 HUX aBTOPaMHU OBIIM MCIIOJB30-
BaHbI TONbKO 44 T'b.

Anroput™bl cOOpKH TeHOMa OBUTH Pean30BaHbl Ha S3BIKE MIPOTPAMMHUPO-
BaHus Java. [lyig 3amycka mporpaMM ucmosb3oBaicsi kommeiorep ¢ 32 I'b ome-
paTHBHOM maMATH W OByMs 4-saepHBIMH mponeccopamu. CymMMmapHOE BpeMs
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paboThl BCeX TpeX ATAINOB — UCIPABJIEHUs OIIMOOK, COOPKH KBa3HMKOHTUTOB H
CcOOpKM KOHTUI'OB — COCTaBHJIO ISITh CyTOK. OmuiieM nmoapoOHee pes3yJsbTaThl
Ka)XJIOTO U3 ITAIOB.

[Tepen ncnpaBneHneM OMMOOK YTEHHs ObUTM O0Ope3aHbl, YTOOBI BEpOST-
HOCTH OTJICJIbHOHM OIIMOKM B Ka)XKJ0M HykieoTuae He npesbimana 10 %. [Tocie
9TOTO AJMHA BCEX YTCHMH B cpenHeM yMmeHbmmnach Ha 20 %. McmpaBnenue
omubOoK paborano B TedeHue 42 gacos. B pesymprate Op110 Hatimeno 150 mmi-
JMOHOB HWCIpaBieHUU. Becero urernit 6pu10 600 MIIIIHOHOB, MOSTOMY OBLIO
UCIIPABJICHO B CpeIHEM Kaxkaoe deTBepToe uTeHHe. COOpKa KBa3HMKOHTHIOB
3ansta 38 vacoB. KBasukoHTHrH ObUTM TOMydeHsl U3 60 % urtenmit. COopka
KOHTHUI'OB BBINIOJHWIIACH 32 26 4acoB. B pesynbrare Obuto moiydeHo 734165
KOHTUI'OB, CyMMapHbIii pa3zmep KOTopbiXx cocraBisier 680106 HykieoTHmoB.
JlnrHa MakCUMaJIbHOTO cocTaBisieT 23514 HykIeoTHIOB, cpeaHss auna — 927,
3HaueHue Metpuku NS0 — 1799.

3akiaouenue

IpeanokeH MeToA COOPKH KOHTHIOB T€HOMHBIX IMOCIICIOBATENBHOCTEIH,
OCHOBAHHBIM Ha COBMECTHOM HCIMOJIb30BaHuU rpada ne bprouna u rpada nepe-
KPBITHIA. DKCIEPUMEHTAIFHOE UCCIICOBAHHE ATOTO METOa MPOBEICHO B pam-
kax mpoekta Assemblathon 2. Dto skcnepuMeHTanTbHOE UCCIIEAOBAHKE TIOKa3a-
JI0, 4TO C TIOMOIIBIO Pa3pabOTaHHOTO METOa MOXKHO COOMpaTh FeHOMBI pa3Mme-
POM B MHJUTHAP]] HYKJICOTHIOB OBICTpEe YeM 3a HEJeIo.
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